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About Rare Voices Australia

Rare Voices Australia (RVA) is the national alliance for ALL Australians living
with a rare disease. Membership is open to all and includes patient organisations,
clinicians, researchers, academics, industry and individuals with an interest in
rare diseases.
Rare Voices Australia formed in response to the call from more than 200
participants at the inaugural ‘Awakening Australia to Rare Diseases’ international
symposium in 2011. RVA provides a strong common voice to promote health
policy and a healthcare system that works for those with rare diseases. RVA
works with governments, researchers, clinicians and industry to promote
research, diagnosis, treatment and services for all rare diseases in Australia.
RVA is the unified voice of 1.2 million plus people affected by rare diseases
throughout Australia (6–8% of the population), and 70 million globally.
RVA is campaigning for a National plan for Australians impacted by rare
diseases. This would coordinate into one strategy:

•
•
•
•
•

Research
Prevention and diagnosis
Treatment and care
Information
Planning

RVA provides information to individuals, and links to other rare disease support
groups, organisations and international rare disease partner organisations.
RVA advocates for improved quality of life for people living with a rare disease
in Australia at a National level, support for research and drug development,
networking patient groups, raising awareness and other actions designed to
fight against the impact of rare diseases in Australia.
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Foreword

Photo of RVA Founding Patron; Michael Kirby taken by photographer Marcus Mok

“Every voice has a right to be heard by our leaders. The voices
of people with rare diseases are no exception. These people
are our fellow citizens and deserve equality in healthcare and
research. These voices appeal to human love for one another.
We should respond.”
RVA founding patron, the Hon Michael Kirby AC, CMG
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What is a Rare Disease?

A rare disease is any disorder or condition that is a life-threatening or chronically
debilitating disease which is statistically rare, with an estimated prevalence of 5
in 10,000 or of similarly low prevalence and high level of complexity that special
combined efforts are needed to address the disorder or condition. (International
Conference of Rare Disorders/ICORD)
Rare diseases are those diseases: which are not known by health professionals
as they are not taught to them; which do not attract interest from the
pharmaceutical industry because the potential market is too limited; which
are perceived as not being a public health problem by health authorities; and,
which are not the object of research programs because of the lack of data.
(International Rare Diseases Research Consortium/IRDiRC)
The definition of the threshold to define rarity differs from one region to another.
The European Union considers diseases to be rare when they affect not more
than 5 per 10,000 persons in the European Union, while the USA considers a
disease to be rare if it affects less that 200,000 of its citizens. Asian countries
selected a threshold of 1 in 10,000.
If these diseases are rare, patients are numerous as there are some 7,000
known rare diseases. Most rare diseases are genetic diseases, the others
being rare cancers, auto-immune diseases, congenital malformations, toxic
and infectious diseases among other categories.
There are more than 8,000 rare diseases. Many have no formal title and are
difficult to diagnose. Collectively, rare diseases are surprisingly common,
affecting an estimated 6–8% of the Australian population. This equates to about
1.2 million Australians, 400,000 of them children.
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Background

RVA is in touch with patient organisations and patients impacted by rare diseases. The diseases are all
different but the key shared messages remain the same. Access to the following areas is crucial to people
living with a rare disease:

•
•
•
•
•
•
•

Diagnosis
Awareness
Treatments
Services
Co-ordination of Care
Research
Information

RVA recognises patients and families to be best placed as ‘experts and advocates of their rare disease’.
They fully understand the impact their condition has on their day-to-day life. Nobody knows this better
than the individuals themselves and the parents of children with a rare disease. Listening to them is key
to recognising that working in collaboration can bring a better outcome for all concerned.
RVA would like to formally thank and acknowledge the individuals and families who volunteered to be a
part of this project. Allowing their voice to be heard and included gives further understanding of the issues
associated for those living with a rare disease in Australia. RVA received an overwhelming number of
personal stories, too many unfortunately to include in this edition. RVA plans to compile a Volume 2.

Why Australia needs a National Rare Disease Plan
RVA is advocating as its number one priority for Australia to adopt a National Rare Disease Plan.
Rare diseases are a major public health issue for Australia. They result in significant burden and expense,
both for the estimated 1.2 million Australians living with a rare disease and the healthcare system. Yet
policies and healthcare services fail to adequately respond to the needs of those affected by a rare
disease, their carers and families. Rare diseases are not recognised as a collective group in Australia,
despite a number of common features. There are currently no methods by which rare diseases in Australia
can be identified or monitored, meaning there is no data on which to plan services, inform policies or
support research. These factors lead to inefficiencies across the healthcare system.
RVA would like Australia to adopt the Council of the European Union’s Recommendation, which was adopted
unanimously by each member state of the EU (including the UK) in June 2009. The recommendation
called on member states to adopt plans or strategies for rare diseases by 2013.
The Office of Population Health Genomics (OPHG) has led a collaborative approach to consider the
6

current rare diseases landscape in Australia. Over the past two years extensive research and information
has been gathered through national coordinating committees, international meetings, engagement with
those from across the rare disease sector and detailed literature reviews. This information was used to
develop a scoping paper on the need for a National Rare Diseases Plan as requested by the Australian
Health Ministers Advisory Council (AHMAC) in 2011. This paper included the recommendation that
Australia develops a National Rare Diseases Plan.
The Scoping Paper reads, in part:
“In recent years there has been a significant shift in the way rare diseases are viewed in Australia. The
need for a collective understanding of the 5,000 to 8,000 individual rare diseases was first highlighted
in 2007, when the general practitioner sector called for a more coordinated response to rare diseases.
Since this time momentum has gathered, and opinion leaders have come together to consider what is
needed nationally to effectively and efficiently respond to rare diseases.
“The overwhelming message is that rare diseases should be viewed as a collective group of diseases, and
a National Diseases Plan is needed. Consumers have recognised the value in a coordinated approach,
leading to the establishment of Rare Voices Australia (RVA). The pressing need for a collective view
of, and clear definition for, rare diseases also recently received bipartisan support from the Australian
Government House of Representatives. However, without the development of a National Rare Diseases
Plan, there is no mechanism by which Australian governments can take a collective view of rare diseases,
or promulgate a definition throughout the healthcare system.
“The healthcare environment within which rare diseases exists, is also changing. There is growing
recognition of the needs for best practice clinical guidelines and processes that support integrated,
coordinated and multidisciplinary care for rare diseases. In addition, the International Classification of
Diseases (ICD)-11 is due for release in 2015 and includes greatly expanded coding for rare diseases.
Following its release, Australian hospitals, as part of systematic upgrades, will gradually transition this
classification system. This would be a momentous milestone for rare diseases. The adoption of ICD-11
in Australia will provide the capacity to record and report rare diseases across health nationally, and
compare internationally.
“National and international rare disease research and clinical networks are being established, which have
the potential to significantly strengthen Australia’s capacity to respond to rare diseases effectively and
efficiently. Given the rarity of individual rare disease, such networks are essential to link researchers and
clinicians, and share knowledge.
“Australia is a member of the International Rare Disease Research Consortium (IRDiRC) and Orphanet,
and is beginning to reap the benefits of these approaches through receiving grant funding and having
launched the Orphanet Australia web portal. Extending these networks, and building other collaborative
efforts, would fade without a clear mandate to do so, communicated through a National Rare Disease
Plan. Furthermore, failure to move forward in a coordinated manner, through a National Rare Disease
Plan, risks undermining existing networks.
7

Diagnosis

Diagnosis and timely prevention is essential for
those living with a rare disease. This allows families
to make crucial family planning decisions. Diagnosis
for rare conditions is often difficult and delayed,
and misdiagnosis is common. Access to testing is
difficult, expensive and inconsistent from one state
or territory to the next.
The following stories highlight the difficulties
associated with receiving a timely diagnosis and how
this has impacted on people’s lives.
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Kerry’s story
Living with Ehlers Danlos Syndrome, rural NSW

Kerry tells her story.
It took 49 years to diagnose my rare disease.
I am now 56 years old. We believe my late father died from this same
rare condition and was never diagnosed.
My Ehlers Danlos is most pronounced on my face. I have found
little empathy from my doctors. I have had people, including
doctors, say that I was just ugly. It was years before an eye
specialist worked out that I had ED. My local GP didn’t really
understand what this was and showed little empathy or
interest in finding more about this rare condition. This has
made things difficult, especially since I live in a rural town
with access to only one GP.
But I have met some fantastic doctors who have been on
this learning journey with me.
One of those I met on a plane as I returned from another
specialists’ appointment in Sydney. He was a doctor at the
Concord Hospital.
We chatted about lots of things. I found it liberating when I said I
had been to many specialists who charged too much money to simply
send me to someone else.
The doctor was honest with me, saying: ‘I can see that your face is not normal and you have some form
of connective tissue disorder.’
He referred me to a doctor at the Concord burns unit. He did some research into this rare disorder but
could not find another ED person who had had face work. Although initially hesitant to work on me, he
soon realised my different appearance had affected my whole life. He operated three times. I will never
look like “normal” people. But without bumping into a very kind doctor on my plane flight and being
referred to a one who was prepared to take a risk with me, I would not feel this good about my face.
I will be grateful to these men for the rest of my life!
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A Family’s story
Living with Neurofibromatosis (NF), Townsville, QLD

Christine tells the story of her family’s journey living with NF.
When I met my husband, Paul, I had never heard of the genetic condition known as Neurofibromatosis
(NF). My husband’s family had also never heard of NF, but when he was three months old his mother
took him to a doctor because of the strange coffee-coloured spots appearing on his skin. The GP knew
immediately that it was NF. His parents and family have all been tested and found not to have NF. He was
a spontaneous mutation.
My husband’s case of NF is very mild. NF can
cause tumours to grow on any nerve throughout
the body. Common features of NF1 include
cafe-au-lait spots, freckling, neurofibromas in or
under the skin and Lisch nodules on the iris of
the eye. Most cases of NF1 are mild to moderate
although some people with NF1 can develop
complications like skeletal abnormalities,
plexiform neurofibromas (PN) and optic gliomas.
NF1 also has a connection to developmental
problems and learning disabilities.
Whilst we saw a Geneticist prior to choosing to
have children, we never fully understood the
implications of passing NF onto our children. We
have two young boys, Ethan and Nate, both of
whom have NF1.
Ethan was born 15 weeks premature and is now four years old. Along with having NF he has mild cerebral
palsy, global development delay, sensory processing disorder and previous chronic lung disease. While
a lot of his issues could be from having NF, they could also be as a result of his prematurity.
Nate, born one month early, was hospitalised with bronchiolitis at nine weeks of age. A nurse noticed
something strange about his eye. A CT scan showed a mass and we were braced for the possibility
of cancer. After repeated visits to many specialists we chose to go to the only NF clinic in Australia, in
Sydney. A big trip from Townsville to Sydney with a young baby! At the clinic it was confirmed that Nate
had a plexiform neurofibroma but the tumour was benign. I remember crying tears of relief.
Because Nate’s PN involves the eye and surrounding tissue, there is much risk involved with surgery. We
trialled Nate on a chemotherapy drug to stop or slow the growth of the tumour. Three months later the
tumour had grown so much that he could no longer open his eye. Surgery was necessary to remove as
much growth without disturbing nerves as possible. Thankfully it was successful. The PN is still growing
but not as rapidly as before and further surgery is inevitable. Nate has limited vision but has adapted well
to wearing glasses. It is likely that eye will lose sight, but hopefully his personality will be strong enough
to endure any torments that come his way.
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Jessica’s story
Living with Whim Syndrome, QLD

Sharon tells her daughter Jessica’s story.
When Jessica was just over a year old, I knew things weren’t right. She was almost always unwell, with
recurrent chest and flu-like infections. We seemed to be forever at the doctor. The first serious infection
Jessica had was L3/4 discitis – a staph infection in her spine – at the age of two. She collapsed at home
one morning and could not walk. Initially doctors in emergency diagnosed a soft tissue injury and it took
repeated visits to the hospital over several weeks and numerous tests for them to finally diagnose the
discitis. Finally she was admitted to the hospital for IV antibiotics. It was while undergoing treatment
in hospital that doctors discovered Jessica’s
white blood cells – mainly her neutrophils –
were extremely low. She was flown to the RCH
Brisbane, for further tests. Jess had what they
suspected to be an autoimmune neutropenia.
This is where the child’s body is attacking its
own immune system. Jess was started on
GCSF injections, which enabled her to release
the neutrophils (white blood cells) trapped in her
bone marrow to the rest of her body, enabling
her to have a stronger immune response.
Our journey to diagnosis wasn’t easy.
We waited several months to receive
genetic test results from the USA.
That test confirmed Jessica had Whim
Syndrome, a rare immune deficiency with
about 60 reported cases in the world. I was
gutted. My husband, who has always been so
positive, continued to be an optimist. We know
what we are dealing with now and that Jess
can be treated.
Jessica had her first immunoglobulin infusion in
August 2012.
She now has an amazing amount of energy. She loves to play with her younger brother and has settled into
school. We are thankful to the Australian Red Cross Blood Service and all the people who donate blood
and plasma. Through the Royal Children’s Hospital we were introduced to IDFA (Immune Deficiencies
Foundation Australia).
We no longer feel alone, as we have met some other beautiful families sharing the same journey. Our
family has learnt so much from Jessica’s experience. We are more patient and compassionate.
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Madison’s story
Madison lives with multiple rare conditions, NSW

Nerida tells her daughter’s story of living with multiple rare conditions.
Madison is a beautiful, loving 6-year-old girl who brings incredible joy to
our lives. She is engaging and happy and has amazing strength and
resilience. Her love of people means she can endear herself to
everyone she meets.
Despite the challenges of her life, she always has a
smile on her face.
Madison has an array of medical conditions: microcephaly,
hypertonia, neutropenia, anaemia thrombocytopenia,
hypergammaglobulinaemia, gastroesophagael reflux,
sleep apnoea, myopia, Raynaud’s, moderate to
severe/profound developmental disability, epilepsy,
hypomyelinating, and hypomyelination. These point to a
diagnosis of mitochondrial disease but all the testing has
come back negative.
She remains undiagnosed. Her DNA has been around the
world about 12 times, being tested for extremely rare diseases/
syndromes
We are now going for our own syndrome!
We have spent most of our life at hospital and at last count have 23 specialists
and therapists that we see regularly. Madison has made remarkable developmental progress in the
past two years and has grown stronger with more skills.
We look towards what she can do rather than what she can’t.
Madison’s greatest achievement was at Christmas three years ago she said “I lug u” for the very first
time. My husband and I burst into tears. She says it now often and it melts our hearts. Madison goes to
a mainstream day care centre three days a week. She has physio and speech therapy every week and
occupational therapy every two weeks. She has been accepted by friends going to ‘play dates’ which
shows me that other kids see her as a little friend and she is not just a child with a rare condition or
disability.
It is unfair that government funding is available to some named diseases. It isn’t for kids with special
needs who have very rare diseases and may never have a formal diagnosis but clearly fall into the ‘rare
category’. I am fighting for little kids like Madi and for all those other kids out there who can’t speak out
for themselves or whose parents are not able to speak out for them.
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Awareness

Rare disease patients are not always seen as sick.
Many rare disease patients look on the surface like
anyone else. This lack of understanding of what is a
rare disease impacts individuals in their daily lives.
RVA hears often from patients who would like to
contribute to society and return to employment.
Some rare disease patients have excellent employers
who are on the rare disease journey with their
employee, giving flexibility and understanding.
Increased awareness and understanding is essential.
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Maree’s story
Living with Intracranial Hypertension, NSW

Maree tells her story.
During a routine eye check in May 2011 my optometrist was alarmed that my optic nerves were swollen.
He arranged an appointment to see an ophthalmologist as soon as possible.
The ophthalmologist explained I was presenting signs of a brain tumour. He
scheduled an appointment to see a neurologist. (I was hoping the constant
headaches and neck pain I silently suffered daily for many years would be
explained.) I was terrified, thinking the worst; a routine eye check had turned
my life upside-down in an instant.
I was unable to breathe when I thought:
‘How do I tell my children, my family?’
When the neurologist appointment finally arrived, I was told there was a
possibility I had a brain tumour but Intracranial Hypertension (IH) couldn’t
be ruled out. I had never heard of IH, but hoped it was that rather than a
tumour. (Little did I know how debilitating IH would be) I was told I needed
an emergency MRI. I lay awake every night waiting for the results. They
came through clear, with a tumour ruled out.
A follow-up lumbar puncture confirmed I had IH. I had to have a LP blood
patch four days later, as I experienced spinal fluid leakage.
And so my journey with living with a rare disease began. An ophthalmologist and
neurologist worked side-by-side to monitor my disease. I constantly managing visual disturbances,
dizziness and chronic headaches, which gave me the feeling my head was in a vice and about to explode.
I may not “look” sick, but the symptoms of this disease are debilitating and overwhelming.
The medicine I take has nasty side effects. It depletes the body’s nutrients such as iron, potassium, vitamin
D and calcium. I take more medication to replenish what the IH medication takes out. I consider myself
lucky as I have not needed surgery yet. I know others who require multiple surgeries and procedures to
help them cope with the pain.
It’s a daily battle living with this rare condition, but I have a very positive attitude. I continue to work fulltime as a senior consultant, and take care of my family. My employer is very supporting and understands
that some days I just cannot get out of bed. I suffer chronic head pain every single day – the only thing
that changes is its intensity.
Maree is actively involved with Intracranial Hypertension Australia
www.ih-australia.com.au
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Kath’s story
Living with Guillain-Barrè Syndrome, Deer Park, VIC

Kath tells her story of being diagnosed with a rare disease.
I was struck down with my rare disease, Guillain-Barrè Syndrome (GBS), in August 2011. GBS is a rare
auto-immune condition which leads to a spreading paralysis.
After a bout of bronchitis, I woke up one morning feeling like I had been “hit by a
bus”. Within three days my vision was blurry, and I could not feel my feet or
walk down steps.
By the end of the weekend, I was in hospital undergoing tests and
scans. Doctors initially thought I had suffered a mild stroke, but many
tests later it was revealed to be GBS. Gradually I built up my strength
with physiotherapy although I still retain numbness in my hands. My
specialists have said I still may have another two or three years before
I can return to normal, if at all.
I was devastated to learn this news. How can I continue to contribute
to my family life? The simplest of tasks in my daily life are now a lot
more difficult and need planning ahead. I spend a lot more time at
home.
Having a rare disease has impacted my life and my family’s life tremendously.
After a year off work, I attempted to return but sadly my employer clearly
didn’t understand or support my limitations with GBS. This has resulted me
resigning from paid work altogether. Fortunately for me, I have been able to throw
myself into the task of raising awareness of GBS via social media. It continues to be great therapy for
me. We have now launched another Facebook page specifically aimed at parents whose children are
diagnosed with GBS, as well as a website.
Despite receiving treatment, there has been little to no change in my residual symptoms. My hands are
still quite stiff, I have a “trigger finger” on one hand that will require surgery to fix and I still have some
numbness/tingling in my hands. This is worse in colder weather, when my hands start to cramp.
One in 100,000 people are diagnosed with GBS annually. Some patients lose their lives, others become
wheelchair bound and rely on ventilators to assist their breathing while others become paralysed. I am
truly lucky that I’ve come out of it as lightly as I have.
Rare Voices Australia has inspired and helped me a great deal. Some days I struggle but get strength
knowing that I am not alone.
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Rhiannen’s story
Living with Ehlers Danlos Syndrome, ACT

Rhiannen tells her story of living with rare disease Ehlers Danlos Syndrome (EDS).
It’s not until you are diagnosed with a rare condition that you find out how strong you are. Because of the
little support received, you find yourself doing things you never thought you would. Things like: contacting
specialists and travelling around the country and the world for appointments; spending hours searching
the Internet for the smallest amount of information or glimmer of hope; befriending complete strangers on
the other side of the world and becoming the best of friends simply because you share something “rare”.
For me, being rare also means living a beautiful life in a broken body.
It took 23 years to get my diagnosis. In May 23, 2011 a close friend
directed me to a geneticist after stumbling across the disorder while
studying for her final medicine exams. If it wasn’t for Jacquie noticing the
similarities between her textbook case study and myself, I would still be
undiagnosed.
We remain as invisible members of society, left to suffer in silence
because we’re a minority.
The lack of awareness of my rare disease can make life very difficult. It’s
almost impossible to find specialists who have a good understanding of
EDS. It is like looking for a needle in a haystack. Many have only read
about it. My long list of specialists is spread over Sydney, Melbourne and
Canberra.
EDS is also an “invisible” disorder. People can’t see the constant pain
that I am in or that the disorder has affected every internal organ. It’s
hard to find support because people simply either don’t know or don’t
understand.
Making ends meet is difficult, making it almost impossible to save. More
than once I have worked extra instead of resting simply because I have
a medical expense coming up.
Being an adult rather than a child can also work against you as many genetic clinics and related health
clinics are geared towards newly-diagnosed children rather than adults.
I’m too sick to live a “normal” life or work full time, yet I am not sick enough to access many
services. Living with a condition that has no cure or treatment becomes soul destroying.
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Morgan’s story
Living with Congenital Disorder of Glycosylation (CDG), VIC

Morgan’s story is told through an edited article written by ‘Team Morgan’.
Morgan has two younger sisters and grew up with them on the family property in Central Victoria. She
attended the local school and was involved in many activities such as skiing, ballet and horse riding. But
unlike her sisters, Morgan has serious health problems and has undergone many orthopaedic surgeries
and hospitalisations.
Morgan was born with a very rare congenital disorder of glycosylation (CDG). This affects muscles
throughout the body, causing severe physical disability. It also results in many complex medical problems.
There are about 700 known cases of the condition
world-wide and the associated medical problems are
not well understood. There is no cure, but research in
this area is progressing.
As a result of her condition Morgan has severe ataxia;
that is, very little balance, poor condition and low
muscle tone with tremors in her hands, plus a number
of other medical problems. She is unable to stand or
walk independently. During her teens Morgan spent
three years immobilised in a metal brace from her
hips to under her chin to try to slow progressive spinal
problems. She was unable to ride during this time but
in January 2010 returned to riding and within the year
started competing in FEI Para-Dressage.
Morgan’s speech is severely affected, making it
difficult for her to respond quickly. She often uses a
Lightwriter, a small text-to-speech device similar to
that used by Prof Stephen Hawking, to type what she
wants to say but because of the tremors in her hands
this can take some time and it makes communicating
very difficult. Morgan can speak but it is slow and often
difficult to understand.

Photo of Morgan taken by photographer; Lucy Morten

Despite these complex medical problems, Morgan has always been determined to overcome any
obstacles in her way. Morgan forms strong bonds with her beloved horses, through the greatest amount of
patience, compassion and perseverance. Her relationship with horses is special and based on non-verbal
communication; she doesn’t experience the barriers she encounters every day in communication with
people. When she leaves her wheelchair behind and rides, Morgan experiences the power, freedom and
grace of the horse.
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Shane’s story
Living with Stiff Person Syndrome, TAS

Shane’s story is told through an edited article written by Dennis Taylor.
Shane James is a 44-year-old Australian ultra-marathoner. Running is his weapon against an unusual
disease. James learned in 2007 that he has Stiff Person Syndrome, a nightmarish neurological disorder
that affects one person in a million.
Neither its cause nor its cure is known, but its symptoms are straight out of a horror movie.
“It’s a disorder that affects the body’s autoimmune
system, sending the wrong signal down the spinal
cord, creating muscle spasms. It affects internal
organs and muscles, causing spasms so severe
that they can actually break bones and rupture
muscles,” James said.
The spasms in James’ body have broken his ribs
and fractured his vertebrae.
The pain was so severe, he said, that he
contemplated suicide on Christmas Eve 2008,
when the syndrome was attacking the left side of
his aorta. “I remember saying, ‘Mum, I don’t want to
be here anymore,’ and she understood what I was
talking about,” said James. “But five minutes after I
said that I was so angry with myself for feeling that
way, for giving in.
Shane James and Tanya Jarvis at the Tasmanian
Cadbury Marathon. Both live with the rare disease,
Stiff Person Syndrome.

“I think that’s when I really dug deep. That was
probably the big turning point for me. I was just very
disgusted with myself for feeling that way.”

The first signs that something in his body was amiss surfaced in March 2006, James said, when severe
spasms fractured his back and put him in bed for six months. He had to learn to walk all over again.
“I remember lying on the doctor’s table, noticing a funny smile on his face, and realising that somebody
finally knew what it was,” James said.
The doctor said: “Well, you’re a very rare one, and you have a nasty, nasty illness. The medications
either work, or they don’t. It’s a 50-50 chance.”
He said his two children, now 14 and 16, stopped coming to see him because they couldn’t bear to watch
his spasms and pain.
“My kids were a major factor in my decision to fight back,” he said. “I threw my walking stick away, went
outside and started shuffling along the beach. I wouldn’t travel far, but I’d shuffle for hour after hour, just
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putting one foot in front of the other.” Slowly the movement enabled him to transfer the pain from his spine
into his abdomen and down through his legs.
“And even though the pain was still excruciating, I suddenly felt like I had a chance.” So he started
shuffling until he could jog. He kept jogging until he could run. And today, six years after his symptoms
first materialized, James runs as if the finish line doesn’t matter.
He won his age group at the Beyond Limits Ultra-Marathon, a 160 km race in Palm Springs, USA. He
completed a, 20-km charity run in Australia to raise awareness for SPS and other rare diseases.
“At times, especially if I’ve been sitting for too long, the pain is still agonizing. I feel like my muscles are
going to tear,” he said. “But there are also times when I’m pushing through the pain, and everything
suddenly loosens up, and the feeling is incredible.”
He is part of an upcoming documentary, “Run to Live,” part of which is being filmed at the Big Sur
International Marathon.

Access to Treatment
Less than 1% of the Australian rare disease population
can access an effective therapy. Safe and effective
therapies are increasing, but accessing them in
Australia is often difficult. Clinical trials are difficult
to access. Once a therapy is approved as safe and
effective by the TGA it is recommended to be listed
19

Access to Treatment

by the PBAC (Pharmaceutical Benefits Advisory
Committee). However not all treatments are listed
on the PBS (Pharmaceutical Benefits Scheme) or
LSDP (Life Saving Drugs Program). Treatments that
are recognised and recommended to be safe and
effective globally are not always supported here in
Australia. Some patient organisations and patients
are left “to beg for their lives” and whoever “screams
the loudest seems to get what they want”. This is an
inequitable system and co-ordination at a National
level is essential. RVA is calling for Australia to review
its current programs allowing a fairer and more
equitable service for all, in line with global practice.
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Raymond’s story
Living with late onset Pompe’s Disease, NSW

Meet Raymond, also President of the Australian Pompe’s Association who works
tirelessly with and on behalf of the members and families. Raymond tells his story.
I am a 62-year-old, late onset Pompe patient, with a loving wife and daughter. I was diagnosed in 2002
after years of failing health.
I started receiving a treatment with a new innovative therapy in February 2007, under the International
Compassionate Access program that had been established by the company which makes this drug. Prior
to starting treatment my neurologist advised that we should consider this treatment a success if it was
able to stop the progress of my Pompe disease, which was advancing quickly.
Before I started treatment, I was struggling to walk more than 10m and
just getting around our house was a challenge. To help us gauge the
success of the treatment my neurologist recommended I have
an MRI scan of my lumbar spine before starting treatment,
which I have continued on an annual basis since.
After about six months of fortnightly infusions known as
Enzyme Replacement Therapy treatment I noticed the
progress of the disease had stopped and I regained
a little of the strength I had lost. Over time I was able
to improve my walking. With some assistance I was
able to walk 36m. Follow-up MRI scans confirmed the
progression had stopped.
Now in 2013, six years later, I am still able to walk around
the house but if I venture further I use a wheelchair. I have a
family history of Pompe, having lost my brother who after many
years of increasing disability, the last two years in intensive care,
passed away at the age of 54. Unfortunately my brother never had the
opportunity of treatment as he was diagnosed long before treatment was available.
I am the president of the Australian Pompe’s Association. I hope that with improving diagnosis and
treatment we can find a cure for Pompe disease and save other families from this experience.
The Australian Pompe’s Association
www.australianpompe.com
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Aaron’s story
Living with A-Plastic Anaemia & PNH, NSW

Aaron tells his story of forging a career amongst two life threatening diseases.
I’m a 24-year-old music producer and touring artist from the Central Coast of NSW. At age 14, I was
diagnosed with A-Plastic Anaemia and hospitalised due to a severe of loss of strength and immune
system problems. Within two years of battling with A-Plastic Anaemia I received ATG treatment, which
unfortunately proved non-effective. The next treatment option was
a bone marrow transplant, which I was quite fearful of as I’ve lost
friends after transplants. I approached my circumstance with very
faithful prayer and a dependence on strength that wasn’t my own.
In the determining appointment with my haematologist I received
quite miraculous news that practically overnight my blood levels
had gone from deathly low to above average! It was concluded
over the coming months that I no longer suffered from A-Plastic
Anaemia. After a few years of disease-free-living, age 19, I started
experiencing anaemic-like symptoms once again. I was then
diagnosed with PNH (Paroxysmal nocturnal haemoglobinuria – a
rare disease that destroys red blood cells).
Photo: Amy Elizabeth Photography

In 2013, after a flu infection that left me hospitalised in ICU for
2 weeks, I received a treatment called Solaris® Eculuzimab, an infused chemotherapy that suppresses
the effects of PNH. Solaris is a very expensive treatment and thankfully I qualified for the manufacturing
company’s compassionate use program. I immediately felt better after receiving this new therapy. It
targets the one cell that destroys the red blood cells and neutralises it. I receive this ‘miracle’ treatment
via a 30 minute infusion once a fortnight.
Around the time my compassionate use trial was coming to an end, more and more PNH sufferers were
popping up. We ran a national petition campaign for the Australian government to fund Solaris on the Life
Saving Drugs Program. An outstanding response of compassion from the public towards the 96 known
patients was achieved and the treatment was passed by the Australian government.
Although there is no known cure yet for PNH disease, thanks to the treatment and all who helped us attain
funding I am able to live, operate, perform and travel as normal.
Throughout the above history I was always working towards my music career which I am now doing (and
loving!) full time.
I am determined that one day I’ll be able to live without dependency on Solaris treatment, but right now it
is a very small price to pay for quality of life. I believe there’s always hope, no matter what circumstance
we are in, and there’s a purpose for everything we face to work together for the good of ourselves and
others.
Find more about Aaron at www.northiemusic.com
PNH Support Association Australia www.pnhsaa.org.au
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Ashley’s story
Living with atypical Haemolytic Uraemic Syndrome (aHUS), VIC

Kerri, a mother of five, tells the story of her son Ashley and his life living
with atypical Haemolytic Uraemic Syndrome (aHUS), a rare syndrome.
My name is Kerri and I am Ashley Grey’s mum. Ashley was diagnosed with the
rare disease aHUS in early 2009 at just 6 months old. In someone with aHUS, a
part of the immune system does not work properly. So instead of protecting the
body, it attacks it on a microscopic level. This can occur anywhere in the body and
cause vital organs – such as the brain, lung, heart, liver, kidney and intestines – to
suddenly fail or slowly lose their function over time.
Within hours of Ashley going to hospital he was started on dialysis and on so many
different medications, together with nasogastric feeding. We didn’t think our beautiful
baby boy was going to live. In the months that followed, Ashley barely left the hospital.
Even on dialysis, his potassium levels were always dangerously high, which can cause
heart arrhythmias. His blood pressure was so high we were always on the look-out for seizures.
We had many complications with the dialysis; either the tubes would move out of place or an infection
would get in the line causing peritonitis, and he had hernias. In the first year after diagnosis, Ashley went
to the operating theatre 10 times.
Ashley was started on a treatment called Plasma Exchange to try and stop the aHUS from being active
and causing further kidney failure, seizures and heart failure. This meant Ashley had two tubes coming
out of his chest that could not be wet. He could not have a proper bath or go in a pool. These tubes were
connected to a machine that took Ashley’s blood out of his body and separated the plasma component
and discarded it while replacing it with donated plasma.
Every time Ashley had this procedure (over three times a week) the lines had to be primed with donor
blood as well because Ashley was so little the machine would have taken all of Ashley’s blood out of his
body. This procedure is very risky and Ashley had reactions to the donor plasma a number of times. Due
to Ashley spending so much time in hospital, his gross motor skill development was delayed, he didn’t
learn the skills to play and socialise with other kids.
Ashley is the fourth of our five children. When he was always in hospital, I would always stay with him.
Ronald McDonald House became my home-away-from-home. My other kids did not get to see me very
often. They went from having a full time mum, to a mum that just seemed to disappear. My husband had
to give up work to be there for the other children. The unpredictability of the disease has meant he has
still not returned to work full-time. This creates more stress and worry about where the money is coming
from to pay the next bill.
We have been lucky enough to receive a drug that is helping keep Ashley’s aHUS inactive. But this drug
makes him immunosuppressed and at a high risk of meningococcal, so while his aHUS is under control
at the moment, we are still always on edge. The drug company has given Ashley this expensive drug
because of how sick he was. But it is not government-funded, so not everyone with aHUS has access to
it. I live in hope that Ashley will soon be able to access this treatment.
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Lloyd’s Story
Living with Idiopathic Hypersomnia, WA

Lloyd tells his story; living with Idiopathic Hypersomnia.
When I mention ‘Idiopathic Hypersomnia’ I’m met with blank looks and questions about whether it is
some kind of ‘insomnia’. Most people will never meet or know anyone with the condition that affects every
moment.
It’s hard for people who care to support me, and hard for those new to it not to just judge me as
lazy or unmotivated. That can really hurt.
I’ve been struggling with the symptoms of Idiopathic Hypersomnia since the age of 11. But it was always
attributed to something else. It’s normal for teenagers to sleep a lot, right? It’s normal to have trouble
waking up in the morning ... maybe I just need to take
more time to relax and I won’t be so tired? I didn’t
start taking it seriously and pursuing a diagnosis
until I was 25 and I was at a point where I could
no longer continue to work. It took over a year of
tests and treatments before I received my diagnosis
– only to find out that, despite my diagnosis, none of
my treatment options were particularly effective or
covered by the Medicare PBS.
The biggest impact on my day-to-day life is
sleepiness, sleepiness and SLEEPINESS!!! It
impacts on almost every aspect of my life: through
a lack of independence as I can no longer drive
or wake myself reliably for appointments; through
a loss of identity as it prevents me from doing the
work that I love or pursuing the hobbies that brought me so much joy; and because of the limitations it
places on what will be possible in my future. Spending days dozing/sleeping, eating and watching TV or
browsing the Internet is novel at first – but when that is all I can manage, interrupted by the odd doctor’s
appointment, it doesn’t leave much to look forward to.
Right now my greatest need is for further research into my disease and for treatments to be better
understood and covered by my health insurance or under the PBS. The medication that seems to totally
reverse my symptoms costs $20,000 a year. It is administered by IV and wears off after 40 minutes,
therefore I wear a pump around my neck that constantly supplies my body with this medication to stop
me from falling back into a sleepy stupor. It makes a huge difference to my quality of life. I’m able to leave
the house again, I’ve been able to see family/friends and in time I should be able to return to driving a car.
My hope is that eventually I’ll be able to return to full-time work.
I live in hope for people to be slower to judge those with an invisible illness like mine. One of the things I
do with my time on the Internet is try to raise awareness about Idiopathic Hypersomnia.
Lloyd, along with other patients, has set up a website www.livingwithhypersomnia.com
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Access to Services

Patients and families living with a rare disease are
often seeing multiple health professionals. RVA hears
constantly that patients living with a rare disease are
struggling financially with out-of-pocket expenses
associated with the condition/s in their family.
Expenses include:
• Multiple doctor appointments
• Allied health care costs
• Equipment, devices and products essential to
managing a rare disease
• Caring costs – carers who would otherwise be
employable
• Occupational health costs to the home and
vehicles
This has significant a burden on families, society and
the public health dollar.
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Jordan’s story

Living with Chronic
Idiopathic Intestinal Pseudo Obstruction linked Filamin a Defect, NSW

Chris Walker, a proud grandfather fondly called ‘Pop’, talks about supporting his
grandsons who live with a very rare condition.
As a hard-working Australian of Scottish heritage, I come from a family that has contributed
to Australian life through exploration, the arts, sport and in many other ways. There have
been stories of great success and also of rotten luck.
It was my interest in genealogy that led me to the diagnosis and understanding of the
very rare disease that has affected my grandson Jordan, who is now four years old.
He spent his first 14 months in hospital.
This very rare genetic disease we discovered was called chronic idiopathic intestinal
pseudo obstruction linked filamin a defect, which is usually fatal and found in males.
Research into family history found other similarly-affected males. I had to resort to putting
the family tree above Jordan’s bed to get the doctors to pay attention to our family history.
Even when we had a diagnosis for Jordan, we were unable to prevent another child being born with the
same condition, as Logan’s mother was already pregnant by the time we found out. It was only when
a medical student noticed our family tree on a hospital notice board that we finally got offered genetic
testing. To this day, the two sets of medical teams in two different states have not spoken to each other.
This disease can’t be fixed, just treated, and requires constant care. For Jordan, this means tubes to drain
fluids from the small intestine from both sides of his abdomen and a naso-gastric tube hooked to a pump
for fluid replacement. Casual vomiting is also part of the problem, along with the health system’s inability
to be able to deal with the requirements of providing support to those caring for Jordan and Logan, who is
much more severely affected. Caring for the boys in their own home involves most family members, with
all of the additional costs being borne by the family as a whole. Both boys will require Total Parenteral
Nutrition for life, as well other surgeries.
These two boys simply don’t fit the boxes of an inflexible funding system.
We know that the NDIS is a magnificent development, but I honestly don’t think we can survive until
2018 (as officially advised) without help. We were paying in the vicinity of $200–$500/week for medical
supplies and medications. Until recently we received no support at all, because even charities which
claim to be flexible have very strict guidelines and we just don’t fit.
Without the wonderful support of the likes of a number of charities in recent months we were wondering
how much longer we could go on. There was no support from either State or Federal governments to
provide the air-conditioning for the boys, who are unable to regulate their body temperature.
A charity stepped up and helped us with that. We have also been able to access support from other charities
as well, with case management and funding to help with the cost of the dressings and medications. We
are extremely grateful to them but it is not good enough that a family has to run a virtual hospital ward at
home, without the help that is given to high profile diseases.
Surely as Australians we can do better than this for those so affected by such rotten bad luck!
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Olivia’s story
Living with Phelan McDermid Syndrome, NSW

Megan tells her daughter’s story.
My husband and I first got the feeling something wasn’t quite right when Olivia didn’t feed properly as a
baby. She had her first seizure at three months. At the time, being a first-time mum, I thought perhaps I
was being paranoid! But it became clear something wasn’t quite right when at six months and at one year
she missed milestones. At the age of 10 months Olivia was diagnosed with Phelan McDermid Syndrome
– known to affect only 20 people in Australia and 800 worldwide. It is a rare genetic condition that is often
associated with seizures, sleep disorders and intellectual disabilities.
It was a relief to have a diagnosis because we knew something was
going on, but I was a total wreck. It was very sad, and not knowing
what the future would hold was hard. Nobody, including
the doctors, knew anything about the disease. Olivia has
since been admitted to hospital more than 30 times.
Her days are filled with medication and appointments
with speech pathologists, occupational therapists and
physiotherapists. She started to walk and can use basic
sign language, but is yet to speak. She is yet to say
those words every parent longs to hear: Mummy or
Daddy. The future holds a lot of unknowns.
I just hope that, not knowing what’s around the corner,
she can live life like a typical child. I also live in hope that
she says ‘mum’ once, and I just want people to treat her
like she’s equal to them.
Since my daughter’s diagnosis, I want to fight for greater
awareness and support for children with the condition and for their
families. There are only six in NSW.
I would like to see a boost of funding and opportunities for people with rare diseases.
It is wrong that children like Olivia are not eligible for extra government funding. We have to pay for
Olivia’s sleep studies, operations, equipment and therapies and this all adds up.
I really think all kids with rare diseases should be given as much as children with other conditions and
treated equally.
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Molly’s story
Living with Angelman Syndrome – Far North QLD

Megan tells her daughter Molly’s story.
Molly is our beautiful six-year-old daughter and sister. As Molly reached six months of age we noticed
she wasn’t meeting her developmental milestones. After a harrowing six months of testing Molly was
diagnosed with Angelman Syndrome shortly after her first birthday.
Angelman Syndrome causes global developmental delays, feeding
and sleep difficulties, movement and balance problems, lack of
speech, seizures, and severe cognitive impairment. At the age of
five, this year, Molly learned to walk by herself. She can say a few
words but won’t ever develop functional speech. She can learn to
sign but problems with her balance and coordination make it very
difficult. She can’t feed, dress or toilet herself and she has trouble
sleeping (some nights she is awake for four to five hours – so we are
too). She had a button inserted into her stomach from one to three
years of age for us to give her extra food to help her gain weight.
She has epilepsy, which can be hard to control but thankfully is
under control at the moment. Molly will need life-long care, intensive
therapies and close medical supervision.
The lack of understanding into the syndrome has made life difficult
and put a great deal of pressure on our family to be advocates,
quasi medical professionals and therapists.
Misunderstanding of the syndrome also hampered earlier
diagnosis.
It’s tiring. Not being able to communicate effectively means that
Molly resorts to hitting, biting and hair pulling – not with malice,
but out of frustration. Advocating is a full-time job without pay and
there are never enough resources or services. Molly, however, is a
beautiful child with boundless energy and enviable determination and we love her to pieces. We remind
ourselves daily that Angelman Syndrome is something Molly has, and not who she is. We accept that
she has the syndrome yet we strive to create a better future for Molly, not to “fix” her, but to alleviate the
effects of the syndrome.
We are passionate about building a community that accepts her for her differences.
Megan is founder of Rare Friends Far North Queensland Facebook page
www.facebook.com/rarefriends
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Luke and Freyja’s story

Siblings who have Migratory Partial Epilepsy of Infancy,
Port Macquarie, NSW

Lee Christian, tells her family’s story of living with a rare disease that impacts two of
her four children.
I have four children, two of which have a rare epilepsy condition called Migratory Partial Epilepsy of
Infancy (MPEI). There are only about 100 known cases of this condition worldwide.
Luke is 16 and Freyja is five. Luke was
undiagnosed until Freyja was diagnosed at
12 months of age.
Both have a severe global delay, are in
wheelchairs full time, are nonverbal and have
the developmental age of 3 months.
We are treated at Sydney Children’s Hospital in
Randwick by many team specialists, including
neurologists, orthopaedics, endocrinologists
and dieticians. They have scoliosis. Luke has
had rods inserted to correct this a few years
ago. Freyja may not need this for a while.
Luke now has chronic lung disease and will
soon join a palliative care team. We receive
respite care – four hours a week – and
see therapists when needed. Freyja sees
therapists thanks to the support of the Better
Start program.
Both Luke and Freyja are in school full time in
support units attached to public schools. Luke
needs a bigger respite package so he can be
out in the community more, hanging around with his friends in the school holidays. My other two children
miss out on things such as family outings (we don’t own a wheelchair-adapted van) and as Luke is
being admitted to hospital a lot more regularly they have to help out more with chores around the house.
My youngest son is emotionally affected due to Luke and Freyja’s health and is displaying behavioural
issues. He also has been diagnosed with frontal lobe epilepsy.
All four of my children have had/have some form of epilepsy and there is no known family history. Our
DNA is being studied in Australia and the USA.
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Matthew’s story
Matthew’s life with Fucosidosis, ACT

Carolyn Paisley Dew tells the story of her late son who suffered from a very rare
disorder, Fucosidosis.
Our son Matthew had Fucosidosis, a very rare degenerative disorder. His body was
missing the enzyme alpha‑l‑fucosidase, which meant that certain types of sugars
weren’t broken down in his body. This caused progressive damage to the sugar
chains stored in cells throughout his body.
The first stirrings of concern began when Matthew was 18 months old. We
received a diagnosis by the time of his second birthday, following a week of
tests at the Prince of Wales Children’s Hospital in Sydney. Fucosidosis can
be definitively diagnosed by blood test, or urine or skin sample.
Matthew is the only person ever diagnosed in Australia with Fucosidosis. I
have located about 15 other families in the world which have family members
with Fucosidosis. Matthew could not walk, talk, sit up, hold things or turn himself
over in bed. He had frequent respiratory infections, including pneumonia. He
eventually had to be tube fed.
Matthew did not regulate his body temperature well, which created many logistical problems
for us. He also had quadriplegic cerebral palsy, oesophageal reflux, epilepsy, asthma, osteoporosis and
dislocated hips. He woke frequently throughout the night due to the pain of these conditions.
Throughout his life, he had regular physiotherapy visits plus a daily physiotherapy regime at home. He
also had visits from dieticians, osteopaths and occupational therapists, along with hydrotherapy and
speech therapy.
He had 42 hospitalisations during the eight years of his illness.
We spent at least $180,000 in vehicle and house modifications and specialised equipment for Matthew
during those eight years. Other ongoing costs, including medicines and medical costs, totalled over
$13,000 each year. Intellectually, Matthew was always pretty much in step with his age-group.
Matthew went to a wonderful specialist school, and was well looked after by the YMCA in Queanbeyan at
after-school care. This allowed me to keep working three days per week (reduced from full-time) so that
I had two days each week to take Matthew to all his appointments.
We gave him a lot of natural medicines, on the ongoing advice and monitoring from experts in the area.
We were initially told he would die between the ages of two and four. He died when he was 10 years old, of
double pneumonia. We feel that the natural medicines really contributed to his longevity and quality of life.
Discovering ISMRD, an international organisation that advocates for Fucosidosis and eight other related
diseases, gave me the much-needed network and support group.
Carolyn is an active member of The International Advocate for Glycoprotein Storage Diseases
www.ismrd.org
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Coordination of Care

Many rare diseases are multisystemic, meaning they
affect many parts of the body and require multiple
health professionals to best care for the patient. It
is essential that this care is carefully managed and
coordinated. Good communication is essential. There
are excellent examples of where such coordination
has proved beneficial to the patient, giving better
health outcomes. It also makes it easier to coordinate
research and helps health professionals to build their
expertise and knowledge in that area.
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Loraine’s story
Living with Gaucher Disease, VIC

Loraine tells her journey living with a rare disease, Gaucher Disease.
When I received my diagnosis of Gaucher disease (GD) at age 11, the doctors had little information,
just three lines in a medical dictionary. Eight years later, all they could do was remove my spleen when
it got too big (7 Ibs). Until ERT (Enzyme Replacement Therapy) was available, this was the only form of
palliative care available to GD patients. At this stage, it seemed the doctors weren’t aware about bone
involvement in GD and I wasn’t aware of this development until 1995.
There were many unexplained medical episodes in my early years. I had my tonsils removed when I was
five, but they continued to bleed for seven days. When I was a young girl my right hip seized during a
ballet lesson. In pain and unable to walk, I was put in traction for three days. A bone marrow biopsy gave
no answers and I recuperated. I bruised easily and had frequent nose bleeds.
Another time I was hit in the head with a cricket bat and had a large clot
removed from my brain after lapsing into a coma. A doctor found that I had an
enlarged spleen and tests showed Gaucher Disease.
At last I had a diagnosis for all these unusual unexplained symptoms.
I have now been on treatment (ERT) for just over 14 years – but what an
amazing 14 years they have been.
After six months on treatment the change to my life was tremendous. Before
treatment I could only walk for exercise, I’d collapse into bed at night and
wake feeling I’d slept only five minutes. After treatment I would jump out of
bed ready to tackle the world.
When you are born with a rare disease, you know nothing else. You
adjust your life to cope as best you can.
Growing up, body image was a real issue for me. During a blood test a nurse
had asked me: “When are you due?” You can imagine how upsetting this
experience was for a young woman. It is ironic that it took six years and IVF to finally achieve this goal.
And my spleen once removed was bigger than my son’s birth weight!
Since receiving treatment for my rare condition, I have been able to achieve so much. Climbing Uluru in
2000 is still a proud moment! My outlook on life has become more positive. I only wish this treatment was
available when I was young.
I am now the proud Mum of two active children, an active member of a community choir and head up
a photographic business from home. I am the Patient Representative for the Gaucher Association of
Australia, which has been in operation for 17 years.
I personally feel very blessed that there has been an effective treatment available for Gaucher disease
and that more research and trials are being conducted around the world to improve the ongoing treatment
of this disease.
For the past 14 years I have had a new kind of “normal” and I love it.
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Molly’s story
Molly lives with Cohen Syndrome, WA

Lynn tells the story of her daughter Molly, living with Cohen Syndrome.
When Molly was only three months old we knew that there was something wrong. That’s when the tests
started – x-rays, blood tests, MRIs – but no one could tell us why our first- born daughter wasn’t meeting
her milestones. Many doctors made statements like “she will probably never walk or talk” but we refused
to accept this, particularly given there was no diagnosis.
If you don’t know what something is, how can you predict the outcomes?
Molly is now 9 years of age, has proved those doctors wrong and is doing
remarkably well. It took five years to receive Molly’s diagnosis of Cohen
Syndrome, an extremely rare autosomal recessive genetic condition.
There are fewer than 1000 cases worldwide and we are aware of only
10 families in Australia. Cohen Syndrome affects individuals physically,
intellectually and medically. Molly has a developmental and speech
delay that puts her far behind her peers. She has neutropenia, which is
a blood disorder affecting her immune system. Left untreated this can
be very dangerous, however we give Molly three injections a week to
stimulate her bone marrow and keep her healthy. She also has growth
hormone injections, taking her weekly needle tally to 10. The other major
symptom is Retinal Dystrophy and high myopia. This has so far taken a
good deal of Molly’s peripheral and night vision but our hope is that research
into eye disease may find a way to restore some of her sight before she becomes
blind. Molly does physiotherapy, occupational and speech therapy regularly and also requires a hearing
aid. She is persistent and loves being around people. Molly is a very happy, kind and thoughtful little girl.
The hardest thing about being diagnosed with a rare disease is finding a support network.
Families who have had similar experiences and doctors who understand the condition as a whole are
hard to come by. It can be isolating, particularly when all the local services and support groups tend to
target more common conditions.
A dedicated group of parents have formed the Cohen Syndrome Association in the USA. We made
contact with these families online and have travelled to meet some of them. The first time Molly met
another child affected with Cohen’s was only last year and it was truly an emotional moment. Without her
being able to express it, I saw a sense of belonging in Molly that I had not witnessed before.
One mother in Ohio finally got a diagnosis for his son when he was 40. It was agonising for us and we
only had to wait five years! Awareness is growing and there are two new families who recently joined the
association with children who were diagnosed at about two. Knowledge is power. We are determined to
provide our child with every opportunity so she can reach her full potential and lead a life with purpose.
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Sarah’s story
Living with Cowden’s Syndrome, BIH & SBO, QLD

Sarah tells her story of living with multiple rare diseases.
I have three separate rare conditions which are Cowden’s Syndrome, Benign Intracranial Hypertension
(BIH) and Spina Bifida Occulta (SBO) as well as Type 1 Diabetes. I was diagnosed with these conditions
progressively throughout my life.
I can’t explain what it’s like to know that your body
doesn’t work properly, even though I look fine on the
outside.
When I explain my conditions to people, I often get told I
don’t look sick. Sometimes I get looks of sheer horror. Most
people I meet don’t know what to say and I don’t blame
them; sometimes I am also lost for words. These conditions
have not only had an impact on my life but my sister’s as
well. I just want to be like every other 20-plus year old –
enjoying life, going out, and living my life the way I want.
I would dearly love a life that is not constantly spent
at the doctors looking for problems, but that is not
possible.
The doctors tell me preventing the problems associated with
these conditions is better than the treatment. To a certain
extent they are right, but like anything it comes with a cost:
the emotional cost of living in fear and worry. My visit to
the doctor brings on anxiety and worry as I start to think: “Will this be the time when prevention turns to
treatment, or is it the next time? Will I pass this on to my children someday? Will it ever be cured?”
Who can understand me when very little is known about my conditions?
Most of the time I don’t have a satisfactory answer. Like everyone else out there all I want is for someone
else to understand what I’m going through. These conditions also affects how my sister lives, as we
spend most of our time trying to afford my medical costs and making sure she is not affected also.
My doctors do the best they can despite the lack of information. I have to travel long distances to access
the medical care and doctors I need, despite living in residential South Queensland. All I want is for
people to understand that despite my daily challenge of living with rare diseases, I am just like everyone
else. I would love the opportunity for greater support in Queensland or at least for people to understand
that these conditions are hard and impact my sister too.
Meeting people with other rare conditions helps to make me feel that we are not fighting these
battles alone.
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Marianne’s story
Living with Thalassaemia Major, NSW

Marianne tells her story.
I was born in Sydney Australia in 1971 to Greek parents, the middle child of
three. A few months after my birth they noticed I was not eating, I looked very
anaemic and was not as energetic as my older brother.
My parents took me to hospital where the doctors ran a series of blood
test and discovered that I had a blood disorder called Thalassaemia Major.
Thalassaemia is a genetic blood disorder that affects the reproduction of red
blood cells. Patients with Thalassaemia Major can’t reproduce these red cells,
so to survive and lead a healthy life they require regular blood transfusions. My
parents were both unwitting carriers of the genetic disorder. Carriers can carry
the genetic disorder and lead perfectly normal lives. Although I was diagnosed with
Thalassaemia Major very early in life the doctors prolonged treatment because my blood
levels were not extremely low at that point.
At the age of three I suffered a stroke, affecting my left side, due the fact that my body could not reproduce
haemoglobin. The doctors were quite reluctant to start me on blood transfusions but with my parents
persistence I was given two units of blood and within two days there was a vast improvement. I started
regular transfusions every three to four weeks, which continues to this day.
My parents had the blood test and it showed that they have the trait. My older and younger brothers
showed the same signs as me, but not as severe. Doctors conducted the same blood test on them and it
resulted that both of them had Thalassaemia Major. It is usually a one in four chance that a child is born
with this rare condition but in my family it was three out of three.
The blood transfusions helped my blood levels to become normal, but my iron levels were too high.
Excess iron in the body affects all the major organs and can result in heart and liver failure. Without the
removal of this excess iron the results can be fatal.
At age nine, my family was introduced to the leading paediatric haematologists at the Randwick Children’s
Hospital. I started time-consuming therapy to remove the excess iron. My parents juggled taking my
brothers and me to doctors’ appointments and regular treatments as well as running their own business.
My father co-founded the Thalassaemia Society of NSW in 1979, serving for 20 years. I have taken over
where he left off. It is important that I can support other patients and I find it rewarding trying to make a
difference.
Today I lead a relatively normal life and enjoy going on holidays. I take my treatment with me and spend
time with my family and friends. I believe life is what you make of it; when we were younger our parents
guided us and now I choose the path I want to take and I want to live life as long as I can.
When I was little experts said the life expectancy for a Thalassaemia Major is 15 to 20 years old. With
improved treatments and new developments we are proving them wrong.
The Thalassaemia Society of NSW www.thalnsw.org.au
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Samantha’s story
Living with MPS VI, North QLD

My name is Samantha Prior I am 27 years old and have MPS type VI or Maroteaux-Lamy Syndrome.
When I was born the doctors didn’t find anything “wrong” with me – I had a big head but that was really
all that seemed unusual to them. Over the next five years I had a lot of chest infections, ear infections
and coughs and colds. My tonsils and adenoids were removed when I was three years old but still no one
suspected anything else was wrong with me.
My teacher also noticed I had difficulty doing things that other five-year-olds
could do easily, like getting up and down off the floor. I told my parents
it was hard to move around and that my legs hurt sometimes. A
GP referred me to an orthopaedic specialist who referred me to a
geneticist. My diagnosis was confirmed after four months of waiting,
following further tests. I had a condition that affects only one in
every 250,000 people. When I was diagnosed there were only two
other diagnosed people in. Australia. Life expectancy was three to
four decades.
Being diagnosed with a rare condition in 1991 was especially hard
because there were no effective treatments to help manage MPS VI,
very little accessible literature and no Internet. I spent long stretches
in hospital away from my siblings. I didn’t meet anyone else with MPS
until I was 16. I have never lived in the same place as anyone with any
type of MPS.
‘It doesn’t just make you feel rare, it makes you feel lonely’.
I am smaller than most adults, at 127 cm, and buy children’s clothes, need help grabbing things from top
shelves and getting onto planes. Being short means I am pointed at a lot.
Joint pain is a daily symptom for me and led to my first hip replacement at age 24, which is a very risky
procedure for someone with MPS. I was the youngest person my orthopaedic surgeon had ever done the
procedure for. I’ve had about 30 surgeries over the years. People don’t know what MPS is and that makes
it incredibly hard for them to understand.
To ensure that I am able to keep mobile and self-sufficient I do a lot of home physiotherapy and hydrotherapy.
I often rely on family and friends to get to and from my appointments because the medications I need to
relieve pain means it’s not always safe for me to drive.
Being rare hasn’t stopped me from living my life – I graduated from university and now travel as much as
I can. No one is guaranteed a lifetime of 70 years but knowing my condition can throw up complications
at any moment has made me truly appreciate and value the good days and has given me the drive to
enjoy every last one of them.
I’ve been told many times ‘You’ll never…’ but while I am still here and still breathing I will make it
my mission to show them I can and I will.
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Research

Research into rare disease is paramount in order
to improve knowledge and improve healthcare
outcomes. It also is vital to enable the development of
new diagnostic tests and treatments. However, there
are many obstacles that make access to research in
Australia for people living with rare diseases difficult
and less attractive than those impacted by regular
and more widely understood conditions.
The lack of a national rare disease registry in Australia
is problematic. It is difficult to locate patients to enrol
them into the clinical studies necessary for validated
research. Difficulties associated with listing a rare
disease treatment on the Commonwealth funding
also makes it less attractive for large pharmaceutical
companies to undertake new investigations in the
area of rare disease.
37

Ros’ story
Living with Lymphangioleiomyomatosis (LAM), SA

Ros tells her story, which includes meeting a
new friend through the diagnosis of her rare
disease.
I received my diagnosis at age 31. I had lost weight
and felt tired, emotional and unfit. I was also getting
breathless so I decided to see my doctor. A CT scan
of my chest showed cysts throughout both lungs
and fluid in my chest cavity. I was diagnosed with
Lymphangioleiomyomatosis (LAM) which is a rare lung
disease caused by a single gene mutation. I was admitted
to Adelaide Hospital to have the fluid drained and placed
under the care of the lung transplant team and told the fluid was a
severe symptom of a rare and progressive disease.
From my hospital bed I searched the Internet for information on LAM, as most of my doctors were as
much in the dark as me. I discovered a patient-run organisation raising funds for research and contacted
Heather in Melbourne. She had been diagnosed with LAM fifteen years earlier and it was reassuring to
hear she had managed well. Remarkably she was originally from the same rural area in South Australia
as me.
Heather told me about a specialist LAM clinic and a supportive network of women in Melbourne so I
transferred my medical care from South Australia to Victoria. I spent five months in the Alfred Hospital
having up to five litres of fluid drained from my chest each day and procedures to stop it coming back
again. At one point my doctors were at a loss and told me there was nothing more they could do. The fluid
build-up had not diminished enough for me to go home. As a last resort they prescribed rapamycin, an
experimental drug. Within a fortnight the fluid had stopped and I was finally discharged. Three years later
rapamycin continues to keep me out of hospital.
Having LAM with all its complications has given me enormous respect for the health challenges people
face during their lives. I get tired easily and can’t work full time so I now volunteer as an art therapist for
seriously ill children in hospital. Unfortunately I have been advised not to have children, as the extra boost
of oestrogen during pregnancy would make my condition deteriorate.
Many women have not been as lucky as me. Some are very unwell, juggling work and children, struggling
with pain and breathlessness, lugging around oxygen tanks, and facing an uncertain future. Others have
died either waiting for or following a lung transplant. Heather still gets very breathless but she been luckier
than most. She continues to be a great advocate for women with LAM and I am determined to follow in
her footsteps, raising awareness and helping those less fortunate than me.
LAM Australasia Research Alliance (LARA)
www.lara.org.au
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Information

Information about rare diseases is limited and varies
from one State/Territory to the next. RVA supports
the need for information to be centrally located and
managed. General Practitioners are challenged to
co-ordinate a patient’s care with limited knowledge
and information.
Information for the patient living with a particular
rare condition can be very limited especially if there
is no patient support organisation for that particular
condition or others diagnosed with the same
condition.
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Kobe and J ess’ story
Living with Chiari Malformation and EDS, QLD

Fiona, mother of four tells her family’s story of two siblings with two different rare
diseases.
Our son Kobe was diagnosed with Chiari Malformation in 2012 and underwent brain surgery as treatment.
Chiari Malformation is where the base of the skull doesn’t have enough room to hold the cerebellum
and the pressure forces the brain to herniate down into the spinal canal. This blocks the flow of spinal
fluid to the brain, causing various neurological symptoms. There is no cure for Chiari Malformation, only
treatment through pain relief and, at the most, an operation to remove bone from the base of his skull and
the back of his C1 vertebrae to create more space for the CSF to flow more freely.
After learning of the associated conditions of Chiari Malformation it led us to the diagnosis of Ehlers
Danlos Syndrome (EDS) for our eldest daughter Jess. EDS is a genetic defect of the collagen within the
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body affecting many of the body’s systems, including joint hypermobility, the autonomic nervous system
and the digestive system.
Diagnosis was made quite easily for Kobe. But Jess suffered years of debilitating, unexplained symptoms
before being diagnosed. We had seen many doctors in this time and had many tests, scans and procedures
to try and find out what was wrong. But we had never found an answer, so we figured this was just who
she was and tried to adapt.
It’s not easy hearing that your kids and you have rare genetic conditions, but strangely it is a huge relief
to finally find a reason.
Living with a rare disease has a huge impact on our daily lives, especially for Jess. She has almost
finished high school. For years she struggled with many social aspects of her life. The constant pain
and physical limitations of her condition often prevented her from fully
experiencing being a teenager, through friendships, schooling and after
school jobs. We wonder what limits she will have in the workforce and
how she will be judged. It’s hard for people to understand when someone
with an invisible condition has to do something different to achieve the
same result.
If only we had more access to a variety of testing for our
conditions.
For the condition that affects my family, there are particular tests that are
either only performed in a couple of hospitals in Australia or the test is not
available at all. This adds to the growing financial burden.
The biggest hurdle living in remote Central Queensland is finding the
right specialist with an interest in the rare conditions we have. We have
travelled up to 1000km to see doctors and have MRI scans. Our son
travels to Sydney for quality care and specialised surgery.
Our support system has been one of the biggest positives through this
journey of invisible illness. We are lucky to have understanding family and
friends to help.
“I have lost count of how many times I have had to explain to a
health professional what this condition means and how it affects
my family.”
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Sarah’s story
Living with Autonomic Neuropathy, NSW

Sarah tells the story of life living without food, a symptom associated with her rare
condition.
This is my journey of life without food! I have Autonomic Neuropathy most likely triggered by an auto
immune reaction. It all began back in early 2010; I would feel terribly sick, full and bloated after eating
and had terrible gastric reflux and stomach pains. I started to eat less, but that didn’t make a difference.
I saw many gastroenterologists but nobody could confirm a diagnosis. I was losing weight rapidly. When
a surgeon removed my gall bladder, he discovered my
stomach was abnormally large. Subsequent tests
showed that I had gastro paresis, where the
food just sits in the stomach. Essentially
my stomach had stopped working. I
was referred to a highly specialised
gastroenterologist. By this time I
continued to deteriorate, and
was not eating and lived on
liquid supplements. I was
hospitalised when I was unable
to drink fluids. After a lengthy
hospital stay, I left receiving
nutrition through a feeding tube
into part of my small bowel. By this
stage, I had lost a third of my body
weight.
Finally I received a diagnosis. Neurological
tests revealed that I had an Autonomic Neuropathy.
Messages were not getting from my brain to my digestive
system, telling it to work. I did not sweat and my heart rate was also affected. It was believed that this was
all triggered by an auto immune reaction. My body was essentially attacking itself.
I had to stop the nutrition into the small bowel as my body was not coping and I received nutrition
intravenously through a central vein line. My husband Matt had to be trained on how to give it to me at
home. Now I receive immunoglobulin infusions monthly (IVIG) and tolerate small amounts of food. After
three years of not eating, this is just awesome!
This journey has been very hard in many ways. I love to cook and to not be able to eat your own cooking
and share in meals with my family and friends has been very difficult. I have learnt after long hospital
stays, to enjoy each waking moment and always look for the good and hope each day. My Christian faith
has helped me accept things and given me hope.
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How do you holiday when you need to have special taps to enable you to perform a sterile procedure
twice a day? How do you transport your nutrition when it needs to be refrigerated? You get an old bus that
has been fitted out as a motorhome! We saved up and bought a 1967 Pioneer coach and now travel with
our four children in it for holidays.
This journey is not over. I have developed more problems with my joints and muscles that is also possibly
an auto immune problem. I want to share my story to encourage others to keep fighting and to push
through all the waiting and testing that goes with having a rare disease. It’s so hard to do that when you
feel so sick and don’t know why. Sometimes it feels like doctors don’t care or doubt you.
I have my wonderful husband and four children who need me. I have so much to live for despite it all.
Sarah is a member of PNDU – Parenteral Nutrition Down Under
www.parenteralnutritiondownunder.com
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Pauline’s story
Living with Church Strauss Syndrome, NSW

Pauline tells her story.
In November 2011 I was visiting the UK to complete the research for a book. I was 61 and very healthy apart
from mild, adult onset asthma and a few allergies. However, I noticed that I was becoming increasingly
breathless, and had developed a dry cough.
After returning home to the Blue Mountains I signed a contract for the book and began the final editing.
In January 2012 I suddenly collapsed with a suspected heart attack. My partner noticed that I was also
slightly confused and forgetful. An angiogram revealed no blockages, leaving doctors at Katoomba
hospital completely puzzled by my symptoms, which
included noticeable loss of muscle tone. I was transferred
by ambulance to a major Sydney hospital.
Several weeks later, after every test imaginable, I was
diagnosed with a very rare and incurable auto-immune
disease: Churg Strauss Syndrome (CSS). It is a condition
in which white blood cells attack the small to medium blood
vessels throughout the body.
By this time my brain and the lining of my heart were
affected, and there was nerve damage to my feet. Due
to the rarity of CSS many in the medical profession have
never encountered a case so I count myself lucky that
staff at Katoomba sent me to Sydney for investigation so
promptly. I have since discovered that some people suffer permanent damage before CSS is identified.
I was in a state of complete shock and denial for some time after the diagnosis. Nursing staff had never
heard of CSS and the very word ‘incurable’ was terrifying.
The condition is often dubbed Pandora’s Box, as it can manifest itself in so many ways. I was even more
alarmed when the initial course of treatment was revealed; huge doses of steroids to control inflammation
and a powerful drug to suppress my immune system. Potentially there are serious side-affects with both
medications.
Sixteen months later my situation has improved. I have been able to reduce my medication and feel
relatively well, although I often struggle with exhaustion and live with the fear of ‘flares’. Against expectation
I was able to travel to the UK for several months to launch my book.
There is no national organization for CSS and I would feel very isolated if it were not for online forums
where fellow patients receive support. I have excellent doctors, but have not met any CSS specialists in
Australia. I hope that Australians with CSS are able to benefit from new or improved treatments without
undue delay. I am very supportive of Rare Voices Australia and its advocacy.
More information about Churg Strauss Syndrome can be found at the website www.css.org
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Annex 1:
List of conditions represented
in this publication

Patients and families affected by the following rare conditions contributed their stories to this publication:

Single conditions

Multiple conditions

• Angelman Syndrome

• Adult onset Stills Disease and
Hemophagocytic lymphohistiocytosis

• A-Plastic Anaemia
• atypical Haemolytic Uraemic Syndrome (aHUS)
• Autonomic Neuropathy
• Chiari Malformation
• Church Strauss Syndrome
• Cohen Syndrome
• Common Variable Immune Deficiency (CVID)
• Congenital Disorder of Glycosylation
• Cowden’s Syndrome
• Ehlers-Danlos syndrome
• Fucosidosis

• Born with an array of medical conditions
/ symptoms – microcephaly, hypertonia,
neutropenia, anaemia thrombocytopenia,
hypergammaglobulinaemia,
gastroesophagael reflux, sleep apnoea,
myopia, Raynaud’s, moderate to severe/
profound developmental disability, epilepsy,
hypomyelinating, and hypomyelination.
These symptoms point to a diagnosis of
mitochondrial disease but all the testing has
come back negative.
• Cowden’s Syndrome, Benign Intracranial
Hypertension (BIH) and Spina Bifida
Occulta (SBO) and Type 1 Diabetes.

• Gaucher Disease
• Guillain Barre Syndrome

• Chronic Idiopathic Intestinal Pseudo
Obstruction linked Filamin a Defect

• Idiopathic Hypersomnia
• Idiopathic Intracranial hypertension
• Lymphangioleiomyomatosis (LAM)
• Migratory Partial Epilepsy of Infancy
• MPS type VI or Maroteaux-Lamy Syndrome
• Neurofibromatosis
• Paroxysmal nocturnal haemoglobinuria (PNH)
• Phelan McDermid Syndrome
• Stiff Person Syndrome
• Thalassaemia Major
• Whim Syndrome
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